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            Dr Beverly Davidson, Iowa, USA
            “RNAi for neurogenetic diseases”
17.15 – 18.00 Wine reception, presentation of winner of the 
            Young investigator & poster prizes
18.00 – meeting close
SPoken PaPerS
S1. association analyses of the BLoC-1 genes suggest the 
involvement of BLoC-1 in schizophrenia etiology: 
Morris  DW,1  Murphy  K,1  Kenny  N,1  Williams  NM,2 

































S2. mutation screening of a break-point candidate gene 










Autism  is  a  relatively  common  neurodevelopmental 































S3. Leri-Weill dyschondrosteosis in a large northern Irish 
pedigree
McConnell V ,1 Zabel B,2 Wildhardt G,3 Magee A.1





























S4. reproducing the haplotype; the role of the 5-lipoxygenase 













Introduction:  Low-density  lipoprotein  (LDL)  oxidation 























shown  association  between  the  FLAP  gene  (particularly 
SG13S114)  and  IHD.  Replication  of  previous  work 
suggests an important role for FLAP in the pathogenesis of 
atherosclerosis.
S5. Incidence of BrCa1 and BrCa2 mutations in Irish 
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We present details of these results and assess the information 
generated  in  terms  of  incidence  of  BRCA1  and  BRCA2 







S6. gain of imprinting of SLC22a1L sense and antisense 
transcripts in human breast cancer. 
Gallagher E,1 McGoldrick A,1 Chung W,1 McCormack O,1, 3 
Harrison M,2 Kerin M,3 Dervan PA,1, 2 McCann A.1  




3.  Department  of  Surgery,  Mater  Hospital,  Eccles  Street,  Dublin  2, 
Ireland.
Natural antisense transcripts (NATs) have been implicated 
in  many  aspects  of  eukaryotic  gene  expression  including 
genomic imprinting. The 11p15.5 region harbors 3 imprinted 


























S7.  Is there an association between ggC length shortening 
and  development  of  androgen-independent  prostate 
cancer? 


























S8. The Complexity of Hereditary non-Polyposis Colon 















































S9. Frequencies of ten mutations associated with common 
inherited disorders in northern Ireland.
Fitzpatrick P,1 Tighe O,1 Evans A,2  Young I,3 Croke DT.1





The  genetic  disorders  Haemochromatosis  (HFE),  Cystic 



















S10. Comparing Y chromosome haplotypes and surnames 





Single  Nucleotide  Polymorphisms  (SNPs)  found  on  the 
paternally-inherited Y-chromosome  are  used  by  human 
population  geneticists  to  trace  human  lineages.  Unlike 




















S11. Intraallelic variability in the r408W Phenylketonuria 
















spread [O’ Donnell et al, Eur J Hum Genet 2002, 10: 530-538; 
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from the 23 SNPs, which were within or close to known genes. 













S13. Heterogeneous levels of inter-population differentiation 























































































enhanced  CT  of  brain  revealed  calcified  subependymal 
nodules. A mutation, 1210insT, was identified in exon 10 of 
the TSC1 gene.








P3. Use of multiplex ligation dependant probe amplification 
(mLPa) for mutation detection in familial keratoconus 
with cataract. ©  The Ulster Medical Society, 2006.




























P4.    Lethal  nonpulmonary  anomalies  associated  with 







centres  to  facilitate  curative  surgery.  Certain  patterns  of 













































P6. CHarge syndrome: confirmed CHD7 mutation in 







syndrome  in  2004. We  present  a  sister  and  brother  with 
clinical features of CHARGE syndrome who have a confirmed 





















P7. analysis of the pathogenicity of two missense HnPCC 
mutations c.302g>a (g101D) and c.2146g>a (V716m) 
within a diagnostic laboratory.©  The Ulster Medical Society, 2006.
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with  sodium  valproate.  Chromosome  analysis  of  cultured 
lymphocytes revealed an unbalanced 46,XY, der(2)ins(2;11) 













P10. Increasing complexity of the CF mutation spectrum 
in the republic of Ireland. 










































































contact  and  admixture  between  the  two. The  impact  and 
signature of any such process on the autosomal (biparentally 
inherited) genome was examined using intra-Ireland classical 
gene  frequencies  in  a  European  context,  and  secondly  in 







behaviours  during  or  before  Ireland’s  population  history. 
However  a  fuller  assessment  of  Irish  autosomal  regional 
variation will probably require larger samples sizes and greater 
knowledge of wider European variation at individual loci.
P13. alpha T-Catenin (CTnna3) is subject to structural 
and epigenetic alterations in transitional cell carcinoma 
of the bladder (TCCB).
Meehan  M,1  Gallagher  E,1  McGoldrick A,1  Harrison  M,2  
Kay E,3 Fitzpatrick J,4 Dervan P,2 McCann A.1










mesenchymal  transition  (EMT).  CTNNA3  is  one  of  a 
small  family  of  catenins  whose  interaction  allows  the 
association  of  other  catenins  to  cadherins.  Importantly, 
CTNNA3  is  downregulated  in  EMT,  hypothetically 


















P14. maple Syrup Urine Disease: The mutational Spectrum 




2.  Children’s  University  Hospital  Temple  Street  and,  Department  of 
Biochemistry, The Royal College of Surgeons in Ireland,
3.  St. Stephen’s Green, Dublin.©  The Ulster Medical Society, 2006.
















































aim: The  aim  of  this  study  was  to  initially  confirm  the 




































P17. Trisomy 10p with clinical features of facio- auriculo- 















P18. sirna mediated suppression of ImPDH1 transcripts: 


















































P19. The role of regulatory regions on chromosome 5q in 





interactions  between  environmental  factors  and  multiple 





































hypotonia,  facial  and  body  asymmetry,  asymmetric  digit 
syndactyly,  thoracic  scoliosis,  facial  dysmorphism  and  a 
pigmented skin area were observed. Skin chromosomes were 
reported as 69, XXY[9]/46, XY[21] at 5 months.
Case  2:  Truncal  obesity,  facial  and  foot  asymmetry, 
dysmorphism  with  asymmetric  toe  syndactyly  and 










P21. analysis of subtelomeric aberrations suspected in 
unknown  causes  of  mental  retardation  via  multiplex 































incorporated  into  our  diagnostic  laboratory  thus  reducing 
analysis time and increasing analysis efficiency.
P22. Haplotype analysis of ICam-1 in premature ischaemic 




































family-based  tests  has  not  detected  association  with  IHD 
within an Irish population. 



































Marfan’s  syndrome  is  a  multisystem  autosomal  dominant 
disorder  characterised  by  skeletal,  ocular  and  cardiac 
involvement. Mutations in the fibrillin 1 gene on chromosome 
15 have been found in some people with Marfan syndrome. The 
Ghent clinical diagnostic criteria were agreed and published   
in 1996.
We reviewed a series of 83 patients referred to the National 
Centre for Medical Genetics where a clinical diagnosis of 
Marfan’s was raised. We determined from which clinicians the 
referral came, whether the patient fulfilled the Ghent criteria, 
whether an alternative diagnosis was offered, and whether 
FBN1 gene analysis was carried out.
Of the 83 index cases, 196 family members were seen. 26 
patients (31%) were confirmed to have a clinical diagnosis 
of Marfan, 3 (4%) had an alternative diagnosis, (65%) did 
not fulfil the Ghent criteria. FBN1 gene analysis was carried 
out in 18 patients with clinical Marfan, and of these 2 had a 
confirmed FBN1 mutation. The final diagnosis of Marfan was 
more likely when the patient was referred from cardiology or 
ophthalmology, than paediatrics or primary care.
Only 31% of patients referred had a final diagnosis of Marfan. 
The diagnosis is still to be made on clinical grounds. The use 
of the Ghent criteria needs wider dissemination in the medical 
community.